SUMMARY Twenty known cases of X;autosome translocations with breakpoints at Xp2l associated with Duchenne or Becker muscular dystrophy in girls are reviewed. The variable severity described for different persons may reflect differences in X inactivation or in the nature of the genomic target disrupted. High resolution cytogenetic studies on 12 cases indicate breakpoints on the X chromosome at Xp211 or Xp21l2. Translocation chromosomes from several of these cases have been isolated in human/mouse somatic cell hybrids. Molecular heterogeneity in the breakpoint positions has been established by probing DNA from these hybrids with a range of cloned sequences known to be located within, or closely linked to, the Duchenne region. The minimum separation between the most distal and the most proximal breakpoints is 176 kb suggesting that, if a single gene is involved, it must be large. Alternatively, the translocations may affect different genes, or confer alterations to regulatory sequences which operate at a distance.
Approximately 1 in 3000 boys are affected by Duchenne muscular dystrophy (DMD) and many of these are sporadic cases with no previous family history.1 2 The first report of DMD in a female was of a girl who also manifested Turner's syndrome (45,XO), the condition presumably resulting from the presence of a defective locus on the single X chromosome.3 In 1977, two brief reports described girls with progressive muscular dystrophy and de novo translocations affecting the X chromosome short arm." Two years later, more extensive descriptions of two further female patients with translocations involving a similar position (Xp2l) on the X chromosome were published.7 8 It was suggested that the translocations had disrupted the X chromosome at the site of the Duchenne locus and that the consequent damage, coupled with the non-random inactivation of the intact X chromosome, was responsible for the occurrence of the disease. Non-random inactivation patterns are a usual feature in females with balanced X;autosome translocations. 9 10 It is presumed that cells with inactive translocation chromosomes are at a selective disadvantage, as the inactivation of the X portion may spread to the adjacent autosomal regions.11 There are now 14 published cases of Received for publication 23 July 1986 . Accepted for publication 25 July 1986. females with translocations and DMD of varying severity,4-12-21 and a further six known through personal communication. All 
